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e 2pynna HacsiedcmeeHHbIx 6osie3Heu
coeduUHUMesIbHOU MKaHUu,
obycrioesieHHbIX HapyuweHuUeM obmeHa
2J/IUKO3aMUHO2JIUKaHO8 (KUCJIbIX
MyKomnoJsiucaxapuooe) 8 pe3ysibimame
2eHemuy4yecku obycrioesieHHoU
HernoJIHOUeHHoOCmMu ghepMeHmoe,
ydacmeyruwux e Ux pacuwenseHuu.
Hacnedyemcsi no aymocoMHO-
peueccusHoMy muny.




Mykononucaxapugos tina I-H (cuHgpom 'ypnep). Bnepsble onucan Hemeukum negmnatpom 'ypriep (G. Hurler) B 1919 r. HacTto
HabngaeTcs y AeTen, poamTenm KOTopbIX HaxoaaTcs B KPOBHOM poAcTBe. HacToTa cpean HOBOPOXAEHHbIX 1:20000.

Mpun3Haku 6one3Hn NOSABNSIOTCA Y)Ke Ha NePBOM oAy KU3HW, a K 1—2 roaam Bce KIMHUYeCKne NposiBNeHns 4OCTaToOuHO
BblpaxkeHbl. OTMevatoTcs ckadbouedanus (Yepen B popMe Kuns Noaku), rpyoble 4epTbl niua, LWyMHOE AblXaHUe pToM,
obycnoBneHHoe ageHongamm 1 NopoKamm pasBuTUsS nnua u Hoca. NocTteneHHo NporpeccupyeT oTCTaBaHUe B POCTe,
dhopMmpyoTCA HeNpaBubHOE TENOCIOXEHNE N edopMaLMm CKeneTa: LWes KopoTKasi, HUXKHWe pebpa BbiCTynatoT,
HabntogatTcs KUGO3 rpyaHOro 1 NOSICHUYHOIO OTAENOB NO3BOHOYHMKA (B MONOXEHUM CUOSA BUA «KOLLAYLEW CMUHBI»), NONAaTKN
PacnornoxeHbl BbICOKO, KUCTU LLIMPOKKME, V naneL, KOPOTKUIA, UCKPUBIEH (KUCTb HanoM1HaeT KOrTUCTYo nary). MNocteneHHo

pa3BmBatoTCA crmbarternbHble KOHTPAKTYPbl, CHayarna nievYeBbiX U JTOKTEBLIX CYCTaBOB, HGCK’:KO no3xe cy PKHUX
KOHEYHOCTEN, BCrieacTaune Yyero 60nbHble XOAAT Ha NOMYCOrHYThIX HOrax Ha Lblinodkax. 3a c4eT cnaboctu Q HKN 1
3Ha4YUTENBbHOW renaTocnyieHOMerasnum XX1MBoT YBenuYeH B pasamepax. [lopaxeHne coegMHUTENbHON TKaHN

NyNOYHbIMU 1 NAXOBbLIMU FPbXaMu, rmMapoLene), USMeHeHMsIMM CO CTOPOHbI cepaua (cuctonuyeckmi wym St ble TOHbI,
paclimpeHue rpaHuy cepaua, Ha KM — anddpysHoe nopaxkeHne Mmokapaa). BeiaBnsitoTca aMeHeHnsa cQ CTOPOF 3:

NMOMYTHEHME POroBULIbI PA3NTUYHOW CTEMNEHU BbIPAXXEHHOCTU, HEPEAKO YBENUYEHNE Pa3MEPOB POroBuULbl, BREKAE rnaykoma,
3aCTOMHbIE ABMEHNS Ha rMa3HOM AHe 1 aTpodust COCKOB 3pUTENbHbIX HEPBOB, MUIMEHTHas AMCTpodus cefdaTkuaaonofaeTcs
CHWXXEHME cryxa. XapakTepHo Ype3MepHoe pasBuTme NyLIKoBbIX Borioc. C BO3pacToM Bo3pacTaeT yMETBEHHAA OTCTarlogThb
BMNOTb 4O COCTOSIHUS, HANOMMWHAIOLLLETO FOBEHWITBHY0 aMaBpOTUYECKY NONOTUIO), HEBPOMNOrMyeckag CUMNTOMATMK;
(NOBbILLEHNE TOHYCa MbILLL, Napanuyn, HapyLLeHNe KOOPANHALIMN ABVXKEHWUIA).

Mpy pEeHTreHoNorM4eckom NCCrneaoBaHNN BbISIBIAKOTCS XapakTepHble N3MEHEHNS MO3BOHKOB 1 NO3BOHAYHOIO CTO
NMO3BOHKOB KyOOBMAHbIE C 3aKPYTrIEHHbIMW KOHTYpaMu, NOCTeNeHHO ynnoLatoTtcs, Xl rpyaHon n 1— Il NOBCHUYHbIE
S13bIk0OOPa3HbIe CO CKOLUEHHbIM NepeaHEBEPXHMUM YITIOM, KOPOTKMMU U YTONLLIEHHBIMU OTPOCTKaMUY yriieob
NOSICHUYHO-TPYAHOrO OTAENa); FpYAHON KNeTku (pebpa B nepegHUX otaenax yTonlieHbl, B 3aHUX UCTOHYEHSI, B pes; aTe yero
MMeloT cabneBnaHyo 1 NIoNaToBUAHY (POPMY); KIMHUUL, (OHW KOPOTKME, C YTOMLLEHHLIMU MeAUanbHbLIMILRDI A USOTHY TbIMN
1 ONYLLIEHHBIMW KHM3Y naTteparnbHbIMW); NNEYEBbIX KOCTEN (FONOBKU UX YMEHbLLEHbI B pa3mMepax U CMeLLE

Genpa): pyrnx AnVHHbIX TPyO4aTbIX KOCTel (anadmabl U KOCTHOMO3rOBOW KaHan pacluMpeHbl, KOPTUKafbHbI A UGTOHYEH);
KUCTeN (MACTHbIE KOCTK, CpeaHne U NPoKCcUMarbHble dhanaHr LUMPOKNE N KOPOTKMNE, HOFTEBbLIE chanaHria rnuno BaHbl);

B Hauyane pa3suTtusa 6onesHn y geten paHHero Bo3pacta cuHapom Nypnep Heobxoanmo gmuddepeHumpd : [lEHHbIMU
AedopmMaumnamMm No3BOHOYHUKA (4159 NOCNEHUX HE XapaKkTepHa No3a «KoLadben CrvHbI», YMCTBEHHAas OTCTanoEeTh, FpyobLie
YyepTbl Nua); MNOTUPEO30M (B aHaMHe3e — 3aTsHYBLUASICA XXENTyXa U 3anopbl, CYXOCTb KOXN; TOHKUE, TYCKIble, IoMKKe, cyxue
BOJIOCbIl, HET XapaKTEePHbIX KOCTHbIX AedopMmaLuni).



[lnarHocTuka

* [loBbilLeHHada 3KCKpeuna renapaHcynb@ara u
oepmartaHcynb@darta ¢ MO4YOoU

* OnpepgerneHne akTMBHOCTU arnbda-L-
naypoHmnaasbl

« Ha MPT ronoBHOro mosra MHOXeCTBEHHbIE
KNCTbI B MPOEKU NN NEPUBEHTPUKYNSIPHOIO
b6enoro BellecTBa,MO30fINCTOro TeNa,pexe-
Oas3anbHbIX raHrIMeB



« Mykononucaxapngos tmna I-S (bonesHs LLlene; no3gHnin cnHaopom
['ypnep). BnepsBble onncaH amepukaHcknm odptanbmosniorom Lewne
(H.G. Scheie) B 1962 r. Mykononucaxapuiosbl TMnoB I-H n I-S
paccMaTpuBaloT Kak BapuaHTbl 0gHOU O0r >

* [lpwn poxoeHnn npusHakm 60nesHn oTCcyTC OMbI
(orpaHn4veHmne pasrndbaHus nasnbLes PyK) r
[TocTeneHHO pa3BuBaeTCs orpaHnyeHne a
CyCTaBaXx BEPXHUX KOHeYHocTen. OrpaHuny 1X
KOHEYHOCTEeN He3HaunTesbHbI, BO3MOXHA |
nedpopmaumnsa. Hanbonee Bbipa)KEeHHbIMU | 7
CTaHOBATCA K Nnepunoay NonoBoro co3pesal
Hebornbluaga 3agepxka pocta. bonbHble KC
Pa3BUTOU MYCKynaTypou, YepThbl nnua rpyt YKNU
POT C onyLeHHbIMW BHU3 yrriamun. Habntop
OBOJIOCEHWE, YTOSILLEHNE N HAaTAXKeHWe KO: 1as
NN NnaxoBag rpbiXka. Bo3MOXHbI Takke cul \ ana
BCNeacTBue caaBneHnsa cpeanHHOro HepB 2
napecrteamamu B IlI—IV nanbuax KUCTU 1 a
BO3BblILLEHNS OOSIbLLIOro NanbLa, NOMyTHE Ma

(y 60onbHbIX cTaplie 30 NeT), NMrMeHTHas [

Horaa pasBmBaeTcs HeO4OCTAaTOMHOCTb KI

aopTarnbHbIX CTEHO3, renartocnieHomMmeran

MHTENNeKT 6oMbHbIX coxpaHeH. ['lpu peHT

nccrnegoBaHMKM CKeneTa BbIABMAKTCA Te Xe |/|3|V|eHeHm=| 4YTO N NPU
cuHnnome Nvonen HOo MeHee RbIDAXEeHHKLIe



« Mykononucaxapugos tuna ll (cuHapom 'yHTepa). KnuHnyeckue
CUMNOTOMbI NOABNATCSA NO3gHee, YeM npu cuHapome lypnep (y
OeTen ctaplue 2 reT) u MeHee BblpaXkeHbl. Halle 6onetoT MansymKu.
XapakTepHbl rpyoble YepTbl nMua, ckadouedanus , lWWymHoe
OblXaHne, HU3KUI rpyObIv ronoc, YacTble OCTPble pecrnupaTopHbIe
BUPYCHbIE nHdekunn. Kngpos 06bIYHO He pa3BmBaeTcs; B 3—4 roga
NOABNAKOTCA HApYLLUEeHUA KOoOpAUHALMN OBMXKEHUN — MOXO4Ka
CTaHOBUTCS HEYKITIOXKEN, AETU NMPpu Xoabbe YyacTo nagatoT
(U3MeHAETCS NoBedeHNe XxapakTepHa AMOoLUMOHaribHagda nabunbHOCTD,
arpeccumBHocTb. OTMeYalTCa Takke nporpeccupyrowas TyroyxocTb,
y3€ernKoBble MopaXxeHUsa KOXM CNnHbI, OCTE0aPTPUTHI,
He3HauuTenbHas renartocnneHomeranus. B bonee crtapwem
BO3pacTe NosABISAETCH Nerkoe noMmyTHeHne porosuubl. CHUXeHne
NHTeNMeKTa BblpaXXeHo B MeHbLUEN CTENEHN, YeM NPU CUHOPOME
['ypnep.

* [lpu peHTreHonornyeckom nccrnegosaHnMm KOCTHOU CUCTEMD
N3MEHEHNS Te Xe, YTO N NpKU MyKononmncaxapuaose I-H, Ho meHee
BblpaXXeHbl.

* BblgenstoT gBa BapnaHTta bonesHun — A v B. Ipu BapmnaHTe A Bce
CUMNTOMbI Bblpa)XeHbl, 00Ne3Hb NPOTEKAET TAXKENO, C YMCTBEHHOW
OTCTanoCTbi; CMepTb HacTtynaet go 15 nert. [lpn BapnaHTte B
TeyeHne DonesHu nerkoe, yMCTBeHHasi OTCTaroCTb BblpaXeHa
HEe3Ha4YnUTENBHO NN OTCYTCTBYET, DOMbHbIE HEPEAKO AOXKMBAIOT [0
30 ner.
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[lnarHocTuka

* [loBbILLEHHAsA 3KCKpeUUa renapaHcynb@aTa u
OoepmartaHcynb@ara c Mo4vou

* OnpegeneHne akTMBHOCTU pepMeHTa
nagypoHatcynbdgarasbl



« Mykononucaxapugos tuna lll (cuHapom CaHdununno, 6o5esHb
CaHdununno). OnmucaH amepukaHckum negmnatpom CaHdounumnno
(S.J. Sanfilippo) B 1963 r. HacTtoTta 1 Ha 100 000—200 000
HOBOPOXAEHHbIX. [locne poxaeHust B TeyeHne 3—5 net pebeHok
pa3BMBaAETCA HOpPMarbHO, OOAHAKO B HEKOTOPbIX Cny4asax
HabnogarTCAa HEYKIOXas Noxoaka, 3aTpyaHEeHHOE rMoTaHue.
[TepBble cMMNTOMbI 60OSIE3HM B BUAE HapYLLEHNW CHA NOSABAIOTCS Y
neten ctapue 3 net. [locteneHHO pa3BMBaeTCA anaTus, CHMXaeTcd
MHTEPEC K UrpyLLIKaM, OTMeYaeTCs 3a4epKka NCMXOMOTOPHOro
Pa3BUTUS, HApPYLLEHUS peYn, YepThbl Nnua rpybetoT. lNosasnsatorca
HegepXXaHne Mo4n 1 Kara, 4eTU NepecTatoT y3HaBaTb OKPYXXatoLnX.
OTmMmevaloTcs TakKe 3afepkKa pocta, KOHTPaKTypbl CYCTaBOB,
rMNepTpuxos, yMmepeHHasi renatocrnseHomeranus.

* [lpu peHTreHonornyeckom nccrnengoBaHnm KOCTHbIE UBMEHEHUSA
Takue xe, Kak npu cuHapome ['ypriep (HO BblpaXkeHbl
He3Ha4YnTesNibHO), U OTCYTCTBYIOT. B oTnnYmMe OoT onncaHHbIX Bhbille
TmnoB M. npu 6o5ne3Hn CaHdununno B KNUHUYECKOWN KapTUHE
npeobnagaeTt yMCTBEHHAsA OTCTANIOCTb; MOPaXXeHUs! POroBULbI U
cepAevyHO-CcoCyanCTON CUCTEMbI OTCYTCTBYIOT. JleTanbHbIN ncxon
HacTynaeTt 0bbl4HO B BOo3pacTe 10—20 neT BCrieacTame
npmncoeanHeHUa NHTEPKYPPEHTHbLIX MHAEKL M.



[lnarHocTuka

 Ha MPT ronoBHoOro moara-koptukanbsHaga u
cybkopTmMKanbHaga aTpoduns, MHOXECTBEHHbIE
KNCTO3HbIE UBMEHEHUNS B NEPUBEHTPUKYNSIPHOM
benom BeLlecTBe

* [loBbILLEHHAsA 3KCKpeUUna renapaHcynb@ara c
MOYOU



Mykononucaxapugo3s Tuna IV (cHugpom Mopkuo, 6onesHb Mopkuno). 3abonesaHne B 1929 .
He3aBMCMMO OpYr OT Apyra Bnepsble onucanu ypyresancknn negnatp Mopkuo (L. Morquio) 1
aHrnuncknin pagunonor bpenncdop (J.F. Braiisford). YactoTta go 1: 40 000. [letn poxgatotcs 6e3
npu3HakoB 6onesHu. [NepBble CMMNTOMbI MNOSABIIAOTCA B Bo3pacTe 1—3 roga, n Kk 7—8 rogam
KNUHNYECKada KapTUHA Y>XKe NOSTHOCTbIO BbipaxkeHa. OTMevaloTcs peskasi 3agepkka pocTta (pocT
B3pocnoro 60nbHOro 0kosio 100 cM), HenponopLMOHanbHOe TeNOCoXeHne (0THOCUTENBHO KOPOTKOe
Tynosuwle, Mukpouedanus, KopoTkas wwes), rpybble 4epThbl Nuua, gedopmMauns rpyaHon KNeTku
(KypuHag, bo4ykoobpasHag, kuneobpasHasi), KNgo3 nnm cKonmos rpyaHoro U NOSICHNYHOrO OTAeNoB
NO3BOHOYHUKA .[luTaHne CHMKEHO. BO3HUKAKOT KOHTPAKTYpPbl B FTIOKTEBbLIX, Mie4eBbIX, KONEHHbIX
cyCTaBax, OTMe4yaeTcs BanbrycHaa geopmaumns HWKHUX KOHEYHOCTeN, nrnockocTonme. MolweyHasd
cuna cHmxkeHa. B cny4ae komnpeccum CNMHHOro Mo3ra NOMMMO MbILLIEYHOW MTMMOTOHUM OTMEYaeTCs

nopaxel T nneruun, napanuya goixaHusa. Koxa
yTosnuel \ e IFHOTCA NMYMNOYHbIE U NaxoBble rPbIKNY,
pacxox/ HWXeHne cnyxa, auctpodunyeckue
npouecc 20 neT, pasBmnBaeTCcA rnyxora.

NHTenn:

[Mpun per I3MEHEHUSA NO3BOHKOB: B LULENHOM
otaene | TPOCTKa, B rPyAHOM — CKOSKNOS3,
MNOACHN. OHAUINA — YNNOLLEHNE U paclunpeHne
Tern nost 'yrioBuLLA N HEOObIYHO KOPOTKas LUes.
N3meHs APOKME, X KpbiLLia CKOLIEeHa, KpbISibs
noaB3ac (OCTEN HEPOBHbIE; rONOBKN BeapEHHbIX
KOCTEWN TOM BanbrycHasi aeopmaums HUXKHNX
KOHEYHC €Hbl; NPOKCUMarbHble KOHLbl MACTHbIX
KOCTEM k iHbl). KOCTn npegnneyssa ykopoyeHbl;
NOKTEB3 34aeTCs BbIBUX €€ rOSIOBKU B JTOKTEBOM
cycTaBe 3bl KOCTEWN rOfleHN CKOLLEHbI, CTOMbI
nedopw

Onddoe| laHTamMu HaHn3ma, Npu KOTOPOM
OTCYTCTI

B 6orbu neT BCrneacTane cepaeyHo-nero4yHom
HeOOCTE >IX 3abonesaHuin. BoamoxkHa BHe3anHas
CMepTh | YneHeHns N NoBpeXaeHns CTBosa

MOa3ra.
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* Mykononucaxapugos tuna Vil (cnHgpom Cnas).
OnucaH Cnaem (W.S. Sly) B 1973 r. KnnHnyeckune
NPOSABIIEHNS CXOXWU C cuHapomMmom CaHdounumnno.
[1narHos yctaHaBn1BaT TOMbKO Npw
netarnbHOM DMOXMMMNYECKOM UCCieqoBaHUMN.

* Mykononucaxapugo3s tuna Vil (cnHapom [du
deppaHTe). Onncan n PeppaHTe (N. Di

Ferrante) n gp. B 1978 .

10 KITMHNYECKNM

NPOSABNEHUAM CXOX C MyKOoMnonncaxapmuao3om
Tnuna IV (cnHgpom MopKno), HO B OTIINYME OT
Hero npu Mmykononumcaxapungose tuna Vil
BbipakeHa 3agepKka nNcUMxoMoTOPHOIo U
MHTENMeKTyanbHOro pa3BmuTuS.



Mykonunngossbl

* AYTOCOMHO-pPELIECCUBHOE

* B pesynbrate CHMXEHUSA aKkTUBHOCTM doepMeHTa B-
ranakrto3mngasbl,B pesdynsraTe Yero npoucxoauT pacnag
B NMn30coMax raHrnmno3nga GM1 1 kepaTtaHcynb@ara



NHDaHTUNbHaa dopma
* [lepBble cuMmnTOMbI B 3-6 MecsueB.OTKa3s ot

enbl,crabocTb cocaHud,oTpuLaTerbHas
BecoBas KpuBagd,cpbirmBaHus,
reHepann3oBaHHbIU UNMX NOKalbHbIN OTEK
KOHEYHOCTEWN,rmnepTpuxos,andpdysHagd
MblLLIEYHAsA TMNOTOHUA->MbILLIEYHAA PUTMOHOCTb,
CYXOXUnbHaga rmneppenekcus,
naTtofiornyeckme pednekchl,perpecc
NCUXOMOTOPHOro pa3BnUTUA,bynLbapHoO-
nceBgobynbbapHbIM CUHOPOM,KOPKOBas
rmyxoTa,cnenora.



[lo3aHAdA

MHPAHTUNbHasA/toBEHUNBbHASA
doopma
* B BO3pacTe OT 2-6 NeT C 3a4epXKKn
NCUXOMOTOPHOIO Pa3BUTUA

« 3aTeM NMosABNSAOTCH MUOKITOHUYECKME U
reHepann3oBaHHble TOHUKO-KITOHUYEeCKne
cyaoporun,HapactaeT MbllleYHbIM TOHYC
BMNMOTb A0
neuepedpaynoHHON/0ekopTUKaALMOHHOW
PUTMOQHOCTN,aTPOPUSA 3pUTENBbHBLIX HEPBOB.



XpoHun4yeckasa doopma

B 3-8 neT, yawe Bcero ¢ MO3>Xe4KkoBou
cuMnToMaTukon(anHamuyeckasl atakcus,
an3apTpusd,atunmnyHas cnmHouepebenspHas
agereHepauusa).B ganbHeunwem
NPUCOEONHAIOTCA IKCTpanMpamMmmaHbie
(TOPCUOHHO-ANUCTOHNYECKNE TUNMEPKUHESDI,
TPeMop,aUCTOHUA) U NnpaMUaHbIe

paccTpoucTBa(UueHTparnbHble Napessl U
napanmyu)



[lnarHocTuka

* [1p MPT ronoBHoro mo3sra BbIgBNAOT

ONAPAPY3HYH TMNOMUENNHN3aLMIO, NOBLILLEHNE

MHTEHCUBHOCTW CUrHana B obnactu 6asanbHbIX
rAHITTNEB.

* [Tpn nccnegoBaHmn GuonTaTOB KOCTHOIO MO3ra,
NeYyeHu BbIABNAKTCH «MEHUCTbIE KITETKN»-

TMCTUOLMNTLI C OONbLUNUM KOSTMYECTBOM BaKyOﬂeVI

* CHMKeHNe akTMBHOCTU pepmeHTa B-
ranakrosnaasbl



GM2-raHrmmo3ngo3bl

MIHpaHTMNbHaa gopmMa:

Ha 3-5 mecsue Xn3Hn.3agepkka MOTOPHOIo
Pa3BUTUA N POCTa,MblLLEYHAS TMMNOTOHUS,
CHMXXEHME OTBETA Ha BHeELLHUE pasgpaxutenn.K
8-10 Mecsy npoucxoanT NoYTu NonHasa yrparta
MHTEpeca K oKpyXXarLiemMmy Mmupy.B KOHLe nepBoro
roga *Xn3Hun-reHepanmoBaHHbIE TOHUKO-
KrnoHu4eckne dpookanbHbIe MPUCTYnbI,
MaKpouedbanna.Ha BTopom roay-
neuepeodbpaunoHHas purMaHocTb,bynbbapHo-
ncesaobynbLobapHbI CUHOPOM,y4YaLlarTcs



[1lo3gHAA MHPaHTUNBbHAasA/IOBEHUbHASA
doopma

* OT 2-10 neT. HesamMeTHO NOoABMNALLAACS
HEYCTOMYMNBOCTb, HENTOBKOCTb Mpu ObICTPOU
xoaboe n bere. B no3e Pombepra-
MHTEHLIMOHHbIN TPEMOP 1 ANCKOOPAMHALNA B
pykax.Pacctpouncrtea peyn MO3Xe4YKOoBO-
OU3apTPUYECKOro Xxapakrtepa,rmnepknHessol,
anunenTnyeckne npuctynsl.HeagekBaTHoe
noeegeHue,noBbIiLLieHHaa adpodpeKkTnBHaS
BO30YAMMOCTb,NCUX03bl,ransroumHaLmu,
OENnUpuUn.



[lnarHocTuka

KT-cHmxeHune nnotHocTtu, MPT -
rTMNEPUHTEHCUBHBLIE O4aru, ¢ nocneayoLlen
KOPKOBO-MOAKOPKOBOW aTpodPUEN.
N3amepeHne akTMBHOCTU dpepMeHTOB HeXA K
HexB B KynbTypax KrneTtok donbpobnacTos,
nenkouuTax KpoBu

MonekynapHo-reHeTu4eckme nccnegoBaHus



